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1111 111 rnnos 

O4eHKa 3aBepweHa Ha 11CXOAHOM ypoBHe 
(B) (cKp11Hl1Hr npoBeAeH B Te4eH11e 

1 4 HeAeJlb noc11e Ha4a11a 11e4eH11H 
� HYCl1HepceHOM), a 3aTeM 4epe3 2, 6, 10 
� 11 14 Mecsi4es 
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BTOpM"IHble KOHe4Hble T04Kl1 

ll13MeHeHl1H 04eHKl1 no WKaJlaM RULM, HFMSE, SMA-FRS, 04eHKl1 3aXBaTa pyKo'1, Cl1Jlbl C>KaTl1H
na11b4eB, 04eHKl1 CMAP, SMUP 11 MUNE, l1HHepB11pyeMblX JlOKTeBblM HepBOM, OTHOCl1TeJlbHO
11CXOAHOro ypoBHH

l'ICX0AHble xapaKTepMCTMKM 

na411eHTbI, n 19 CpeAHee (95% ,D,111) 3Ha4eH11e 1,94 
(l)}l(Efl (1,3, 2,58)

CMA 11/111 rnna, % 47 I 53 
CpeAHee (95% ,D,111) 3Ha4eH11e NIF -37,84 

(-46,79, -28,89)

2 /3 /4 Kon1111 reHa SMN2, % 5,3 I 84,2 / 10,5 
CpeAHHH (SD) 04eHKa no WKaJle 11,2 
SMA-FRS (10) 

CpeAH11'1(A11ana30H) B03pacT 39,7 
Ha MOMeHT Jle4eHl1H, r. (21,3-64,8)

CpeAHHH (SD) 04eHKa no WKaJle 3,5 
HFMSE (5,7)

CpeAH11'1 B03pacT (A11ana30H) 25,8 Ha MOMeHT n0Tep11 cnoco6HOCTl1
XOA11Tb np11 Ill rnne, r. (8-57) CpeAHHH (SD) 04eHKa no WKaJle 12,4

RULM (11,5)

OCHOBHble con)'TCTBYIOW,He aa6011eeaHHH BKJ1I04am,,: cnOHAH110A83 (n = 10), M04eKaMeHHYIO 6011e3Hb (n = 5), TpOM603 rny60Kl,1X BeH Ha cj>oHe J1848HHfl aHTl,tKOary.nflHTaMH (n = 4), aprepHa!lbHYIO n-tnepreH3"1IO (n = 3), 

caxapHblVI AHa6eT (n = 1), peu.MAHBHpytow,yto nHeBMOHHIO (n= 3) H peu.HAHBHpytow,yto HHQ)eKU.HIO M048BblBOAflW,VIX ny,-eVI (n = 2). 
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TOWHOTA 

Hl1 raK>Ke sKJ1004a11• IIIMn " IIIBAn 

5 na1..11,1eHTOB 6blJ1l,1 rocmtT8Jll,131,1p0B8Hbl 

no noBOAY nHeBMOHl,11,1 

l<nHHHl.leCKl,1 3H841,1Mble OTKJlOHeHl,1fl 

nOK838Tene� }1(1,13HeHHO B8}1(HblX 

cj,yHKLIHi< OTCYTCTBOB8/1H 

no peaynbTaTaM IIICcneAOB8Hllls:I, npoBeAeHHOro B ycnOBVlflX peanbHOl71
Km1HVl4eCKOl71 npaKTVIKl,1 y 83pocnblX nm-1vieHTOB C Tfl>KenblM Te4eHl-1eM CMA,

Hecnoco6HblX XOAV!Tb, nOK838HO, 4TO HYCIIIHepceH xopowo nepeHOCIIITCs:I, 1,1 4epe3
10-14 Mecs:14es ne4eHVlfl OTMe4anOCb CTa6vinbHOe AOCTL-1>KeH1-1e KOHe4HblX T04eK
B OTHOWeHl,11,1 cpyHK41,11,1 AblXaTenbHblX MblW4 (CD}l{En 1,1 NIF), a TaK>Ke Mb1We4HOl71
Cl-1nbl 1,1 MblWe4HblX cpyHK41-1171. 3Tl-1 A8HHble pe3KO OTnl-148IOTCfl OT O>KVIAaeMoro
yMeHbWeHV!fl Cl)}l{En, KOTOpoe npOVICXOAVIT np1,1 ecTeCTBeHHOM Te4eHVll,1
3a6onesaH1-1s:11 •

3Ha41-1MblM pe3ynbT8TOM A8HHOro 1,1ccneAOB8Hl,1fl 6b1no ysenvi4eHl-1e aMnnl-1TYAbl
CMAP 1,1 SMUP. O4eHKa no wKanaM HFMSE, SMA-FRS 1,1 RULM B AV!HaMviKe npvi
BBeAeHvi1-1 npenapaTa B pa3nl-14Hble 06nacT1-1 3Ha41-1Mo He pa3n1,14anacb.

3H84HMble cpeAHlo'le "13MeHeHlo1fl OTHOC"1Te/lbHOro 1,1CXOAHOro YPOBHfl BblAe/leHbl nyHKTHpHo'1 m1HHe'1. 8CpeAHee {95% AH) Vl3MeHeHVle OTHOCVITeJlbHO VICXO,QHOro YPOBHfl. bMUNE - aMnflVITY.Qa CMAP / cpe,QHflfl aMnllVI

TYAa SMUP. cuepBV1Ka1lbHaf1 VIHbeK4Vlfl He flBllfleTCfl yTBep�E!HHblM cnoco6oM npviMeHeHVlfl. Hs:I - He>Ke11aTI!T1bHOe flBT1eHV1e; CMAP - cyMMapHblli1 noTeH4V1a11,qeli1cTBVlfl MblW4bl; <l>)l{EJl - cf>opcvipoeaHHafl >KVl3HeHHafl 

eMKOCTb nerKvix; HFMSE - pacwvipeHHafl WKana 04eHKVI ,QBVlraTellbHOli1 <l>YHK4VIVI 6011bHVl4bl XaMMepCMVIT; MUNE - 04eHKa K011Vl4eCTBa ,QBVlraTellbHblX e,QV1HV14; NIF - OTpV14aTe1lbHOe ycvinvie B,QOXa; H3 - He3Ha4VIMO; 

RULM - nepeCMOTpeHHblli1 MO.QYllb 04eHKVI ABV1raTeJ1bHOli1 <l>YHKL..\VIVI eepXHVIX KOHe'-IHOCTeli1; SMA-FRS - 6aJ11lbHaf1 WKaJla <l>YHK4VIOHaJlbHOli1 04eHKVI npvi cnviHaJlbHOli1 MblWe4HOli1 aTpocf>vivi; SMUP - noTeH4V1aJ1 O,QHOli1 

,QBV1raTI!T1bHOli1 e,QVIHVl4bl; VIB,ll,n - V1Hcf>eK4Vlfl eepXHVIX ,QblXaTI!llbHblX ny,-eli1; VI Mn - V1Hcf>eK4Vlfl MO'-leBblBOAfll..L..\VIX ny,-eli1. 1. Wijngaarde C.A., et al. Orphanet J. Rare Dis. 2020; 15 (1): 88. 
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